Immunodeficiency with short-limbed dwarfism is a rare disease and only one patient was previously reported in Japan.
The patient was diagnosed Type II of Immunodeficiency with short-limbed dwarfism (cell-mediated immunodeficiency but intact antibody-mediated immunity) whose clinical and laboratory findings were similar to those of the patient previously reported in Japan.
The patient respiratory infection was well controlled with broad spectrum antibiotics and has been followed at the outpatient clinic. 
